Pamela W., aged 5 years; only child. Mother normal; father has abnormally large head and spoon-shaped nails. Paternal grandfather of patient also has spoonshaped nails. Parents unrelated. The child was born at term after a long labour, by low forceps delivery, on account of the. large size of the head which was noted at birth. Birth weight 11J lb. At this time, there was a sixth toe on the right foot (removed shortly after birth) and such extreme hyperextensibility at the knee-joints that the dorsum of either foot could almost be made to touch the ventral surface of the thigh; on this account the knees were examined by X-rays when the infant was aged 3 days. She was artificially fed on Nestle's milk, with addition of orange juice but no cod-liver oil. Walked at 21 months; talked at 1 year. First tooth at 11 months, subsequent teeth erupting normally and all decaying extremely rapidly. She has had recurrent bronchitis during the winter, but is otherwise free from cough. Voracious appetite; taking mixed diet for age.
At age of 18 months a small amount of blood was passed in the stools and shortly afterwards a pea-sized piece of fleshy tissue was passed. Since then small amounts of blood have frequently been passed in the fsces, associated with pain on defaecation. In March 1938 the patient was examined by a private doctor who found a polyp near the anal orifice. The polyp was ligated, and sloughed; a second was treated similarly. Since then there has been repeated rectal prolapse, and occasional nocturnal incontinence of faeces and urine. The bowels have been regular, and apart from the presence of blood, the stools have been normal in consistency.
On examination.-A very pale, intelligent child, with hydrocephalic appearance of skull, lordosis and protuberant abdomen ( fig. 1 ). When getting up from the supine position, she rolls on her side, gets on to her hands and knees, straightens her knees, and " climbs up " her legs with her hands. The muscles are generally hypotonic, and there is some hyperextension of all joints, particularly of the knees.
Weakness is most marked in the muscles of the pelvic and shoulder girdles. Knee Abdomen: Protuberant, with umbilical hernia. Liver enlarged three fingerbreadths below costal margin. Spleen just palpable.
Right foot shows scar of operation for removal of sixth digit.
All the fingers and toes show very marked clubbing ( fig. 2) , with bulbous appearance of the terminal phalanx. The nails are curved and are considerably wider than they are long. There is no cyanosis of the nail-beds. Rectal examination: Multiple polypi, varying in size from that of a millet seed to that of a grape, are felt arising from the whole of the rectal wall within reach of the examining finger, both anteriorly and posteriorly. Wassermann reaction negative.
Comment.-This patient shows a most unusual combination of congenital developmental abnormalities, with their sequelae. The suggested grouping of them is as follows: (1) Congenital polyposis of the rectum, with clubbing occurring secondarily, and hypochromic anaemia resulting from the loss of blood in the stools over a period of several years. (2) Hydrocephalus or megalocephaly, resulting in the facial appearance and hyperteleorism. (3) Polydactyly, of which the bifurcation of the terminal phalanx of either thumb probably represents the first stage. (4) Hepatomegaly, possibly due to fatty infiltration or occurring as a direct result of the ansemia. 1050 58 (5) Muscular weakness and loss of tendon-jerks. Dr. C. P. Symonds, who saw the patient in consultation, was inclined to regard the condition as amyotonia congenita.
The occurrence of digital clubbing with polyposis is of peculiar interest, since it appears to be a rare though recorded association, and is difficult to explain in the same way as clubbing secondary to pulmonary disease or cirrhosis of the liver, though it must be admitted that the possibility of hepatic cirrhosis cannot absolutely be excluded in this case. Indeed, Sir Arthur Hurst has at present in his wards at Guy's Hospital a young woman showing the same association of polyposis and clubbing. At least five such cases have been recorded. Bensaude, Hillemand, and Augier [1] described three cases, two males aged 20 and 29, and a female aged 31, the first of whom was infantile, and at autopsy showed polyposis of both the caecum and the ascending colon and of the rectum and sigmoid. The liver in this case was fatty, weighing 1,250 grm. The authors refer to another case of Professor Gosset's. Brule and Lievre [2] describe the association in a patient aged 34, whose mother died of carcinoma of the rectum; the polyposis affected 16 cm. of the rectum. Metzger, Ohlmann, and Halff [3] described a girl of 19 who, in addition to the polyposis and clubbing, appeared very small and young for her age, and showed bronzing of the skin. (Sir Arthur Hurst's patient also shows abnormal pigmentation.) In lnone of these cases was there evidence of pulmonary disease or cirrhosis.
